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OpOJIOBas JIMAarHOCTHKA XPOMOCOMHBIX abepparinii 0cTaercst
I[oauoﬁ U3 OCHOBHBIX MPOOJIEM MPEHATANBHON JMATHOCTUKH.
HecMmotpst Ha pacripocTpaneHne yIbTPasByKOBBIX METOIOB UCCJTE-
JIOBaHUS B aKyIIepcTBe U BHEIPEHNE CKPUHUHTOBBIX IIPOTPaMM B
MPAKTUKY JIOPOIOBOTO 00CIEI0BAHMKSI, KOJIUUECTBO JIeTel, POJnB-
MIAXCST ¢ XPOMOCOMHBIMHI aHOMAJTUSIMI, HE YMEHBITACTCS.

TTo manmsiM BO3, mpumepno 2,5-3% Bcex HOBOPOKIEHHBIX
UMEIOT Pa3/InyHble TOPOKU PA3BUTHS, 3 HUX OKOJIO 1% cocTasiisi-
10T rernbie 6oJesmu, 0,6—0,8% — XpoMocoMHbIe 60JIE3HI U OKOJIO
2% TPUXONTCST HA BPOKIeHHbIe TIOpokH pasutust (BIIP), 06yc-
JioBsieHHble pasianunbiMu pakropamu. Ha 1000 HOBOpOXKeHHBIX
npuxoautcs 4—7 gereii ¢ BIIP. B wactHoctn, et ¢ cuaipomMom
Jlayna cocrasrsmior 1 na 700 pozos, cungapom Iasapzaca — 1 na
8000 poznos. Ilo crarucruyeckum gannbiM M3 Ykpauibl, y Hac B
cTpaHe exkerofHo poxiaaercs 420 mereit ¢ cunapomom /layHa, oT
TaKkux JieTeit 85% pouresieil OTKA3bIBAIOTCS €Ille B POJIOME.

IIpenaranpHas fuarHocTuka 1o3BosisieT AhHeKTUBHO BbISIB-
JIATh XPOMOCOMHYIO M TE€HHYIO TATOJOTUIO HA CTa[U¥ aHTeHA-
TAJIBHOTO Pa3BUTHS, CHUBUTD KostnuecTBO BIIP mosna, rerckyio
CMEPTHOCTb U MHBAJIMHOCTH. C IIOMOIIIBIO I0PO/IOBOM JIMArHOC-
THKH MOJKHO 06HAPYKHUTH 110 90% 1107108 ¢ curapoMoM [layHa
(tpucomust 21), 97% — ¢ cuazpomom dasapaca (Tpucomus 18).
IIpu 9TOM CeMbst TPUHUMAET PelIeHNe O TIPOOJIKEHUN UIIH TIpe-
PbIBaHUHT GEPEMEHHOCTH.

[IpenaranpHas numarHOCTHKA, IPeAHA3HAUYCHHAS I TIPO-
unakTuKM HaCHENCTBEHHON W BPOXKIEHHON NATOJIOIUH,
BKJIIOUAET KOMILJIEKC HelpsiMbIX (obcsieioBatne 6epeMeHHOI )
U IPSIMBIX (HETIOCPEICTBEHHOE 00C/Ie[0BAHNE TII0/Ia) METO/I0B
HCCJleIoBaHMs. AKTYaJbHOCTb [PEHATAIbHOM JUATHOCTHKN
3aKJIIOYACTCS] B TOM, UTO YBEJNIMBACTCS POXKAAEMOCTD JCTEH,
[IPOUCXOJUT YBeJNYeHrne Yncaa 6epeMeHHOCTE ¢ MOMOIIBI0
BPT, «coxpanenue» 6GEpeMEHHOCTH, YBeJIUYCHUE KOJIMYECTBA
GepeMeHHBIX crapiie 35 JieT, yBeJnueHne Yncaa Jeteii ¢ Bpox-
JIEHHBIMU aHOMAJINSIMHU, XPOMOCOMHOM natosoruei, gedexra-
MU Pa3BUTHUSI OPTAHOB U cucTeM. [[Jis1 BBITOTHEHUS BCEX 3a/1a4
[PEHATATbHOM JMAarHOCTUKN HeoOXoauMa WH(MOPMUPOBAH-
HOCTb HACEJECHUS O BO3MOKHOCTSAX JUATHOCTUKN HAPYIICHII
Pa3BUTHUS TJIO/A 10 POKAEHUsI, HEOOXOMMOCTh XOPOUINX 3HA-
HWH JOKTOpA.

CoBpeMeHHas IpeHaTaIbHas IMArHOCTHKA COCTOUT U3 TPex
JTAIOB:

- 1-if aTam — MEUKO-TeHETHYECKOe KOHCYIbTHPOBAHNE;

- 2-ii 1A — CKPUHUHTOBBINA (Mapkepsl Y 31, Grnoxummyuec-
KHe [10Ka3aTesn);

- 3-ii aTan — NHBa3MBHAs [TPEHATATTbHAS TUATHOCTUKA C TIPH-
MEHEHHEM IIUTOreHeTHYECKUX METO/IOB /IS TOUHOTO OIIpejierie-
HHSI XPOMOCOMHBIX 3a00JI€BAHIIA T17I0/1A.

Bosiee mogpoGHO B IaHHO cTaThe PaCCMOTPUM BTOPOH HTart
IpeHaTasbHOl auarnoctuku. CymiectByeT npukas M3 Ykpau-
ubl Ne 417 or 15.07.2011, B KoTOpOM persiamenTupyercsi 00siza-
TesibHOE 00cIe/[oBaHke BeeX GepeMEHHBIX € TIOMOIIbIO HEMHBA-
3UBHBIX MeTOI0B — Y3 n aHamsa MapKepHbIX GHOXHMHYEC-
KUX MoKaszaresieil B Hanbosiee nH(OOPMATHBHBIE CPOKH.

* «Y 3/l B Tepmini BaritHocti Bix 11+1 genp g0 13 T Ta 6
IHiB (BM3HAYEHHS TEPMiHY BariTHOCTi, BUMipIOBaHHS
KOMIpILIeBOIO IIPOCTOPY Ta BUsABJIEHHA Y3 MapKepiB Bpo-
JIPKEHOT Ta XPOMOCOMHOI MTaTOJIOTii».
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 «Jlikap nazae indopmartiio 1mo10 IOMIJTBHOCTI OIHAYACHO-
ro nposezenns nepuoro Y3/ (11 tux. + 1 genp — 13 k.
+ 6 gHiB) i mozBiiiHOTO GioxiMiuHorO Tecty (BinmbHuit XT,
PAPP-A) i po3poxyHKy pU3HUKy HasIBHOCTI y TIJIOfIa XPOMO-
COMHOI 1 1esIKOI PO3IIOBCIOAKEHOI BPOAYKEHOT TaTOJIOTIL.»

* «/locaipkeHHsT BUKOHYIOTb 3a 3r0/1010 KiHKH (7101aTOK B)».

BaskHpr TakKe yc/a0BUS /7T KaUECTBEHHOTO MTPEHATATBHOTO
CKPUHMHTA, TaKhue Kak: MpPOorpaMMa IPEeHaTaJIbHOro HabJoze-
HUSL, BKJIIOYAIOIIAs IPEHATAIbHBINA CKPUHUHT, JIaGopaTOpHAs JI1-
ArHOCTHKA BBICOKOH CTETIEHN TOYHOCTH, MEKIYHAPOAHAS CEPTHU-
(burmpoBaHHas KOMIbIOTEpHAsS TIporpaMMa obcuera GUOXUME-
yeckux nokaszaresneil (PRISKA), yibrpasBykoBas quarHoctuka
9KCIEPTHOTO YPOBHS.

PRISCA - Prenatal Risk Assessment — nipenarajibHast OlieH-
Ka puckoB. [IporpamMma pacuera prucKa OCJI0KHEHU T GepeMeHHO-
CTH, NMeIoIIast eBPOIIeiiCcKyIo U poccniickyio ceprudukannu. B
JTOI TIPOTPAMME HCIOJIB3YIOTCS HAJIEJKHBIE aJITOPUTMBI BBIYHC-
JIEHVsI, OHA T103BOJIsIET PaboTaTh ¢ JIOOBIMK PEaKTUBAMHU, 00JIa-
Jaet TuOKUM MHTEPhERCOM U TTOJTHOCTBIO PyCHBHITPOBAHA.

C 1OMOIIBIO MPEHATATIbHOTO CKPUHUHTA MOJKHO BBIIEJIUTD
rpyrity 6epeMeHHBIX, Y KOTOPBIX PUCK Pa3BUTHsI BPOJKIEHHBIX XPO-
MOCOMHBIX aHOMAJIMI BBIITIE, YeM PUCK OCJIOKHEHUI MHBA3WBHOI
nmaraoctuky. TIporece M0JKeH ObITh MAKCUMAJBHO GBICTPBIM, €
MUHMMAJIBHOI CTPECCOBOI HArpy3Koil Ha cytpyskeckyto mapy. [Ta-
IMEHTKA JI0JKHA ObITh MH(OPMIPOBAHA O eI CKPHHIHTA, O BO3-
MOJKHBIX JIEHCTBUSIX B CJIy4ae MONa[aHus B TPYIIILY PUCKA.

K nmpenmyiiiectBaM 1mpeHaTaIbHOTO OGUOXUMHIYECKOTO CKPH-
HIHTA OTHOCHUTCS HEMHBA3WBHOCTD, HE JIA€T OCIOKHEHWH, IIPH-
TOJIEH [Tl MAaCCOBOTO MCIIOJIb30BAHUS U TIO3BOJISIET BbISIBUTD
TPYIILY /IS ToC/Ie/1ytoleil MHBa3UBHOM AMarHOCTUKHU.

B mpenaTasbHOM CKPHHUHTE MOXKHO BBIZCJIUTH OCHOBHBIC
JTallbl pacyeTa PUCKOB: MOJIyUYeHMe 3HAYeHUN KOHIIeHTPaluu
AHAJINTOB, Olpe/le/IeHIe CTeleHN OTKJIOHEHUSI KOHIIeHTPaluu
KaX/I0TO MOKasaTesst OT MeJUaHbl JUJisl JAHHOTO CpoKa Gepe-
Mennoct (MoM — kpaTHOe MeuaHbl), KOPPEKIUs 3HAUYEHNI
MoM c yyeToMm BoO3pacTa, Macchl Teja, STHUYECKONH IpUHA/-
JIEKHOCTH, COMYTCTBYIONMUX 3a00sieBatuil 1 Apyrue hakTopbl,
BBIYUCJIEHNE PUCKA PA3BUTHSI AaHOMAJIUI 1J10/1a C YYETOM CKOP-
puruposaubix MoM. [liist pacuera pUCKOB J1aGopaTopum He-
00X0/IMMO MMETh TOYHBIE JIAHHBIE O CPOKE HEPEMEHHOCTH, BCEX
(axropax, neobxoaumbix s pacuera MoM. Benb nerosntbie,
HETOYHBIE JIAHHbIE SBJISIIOTCS HCTOYHUKOM CEPhE3HBIX OIIMOOK
B pacyeTe PHCKOB. B cnenmaspHyio IporpaMmy sl pacueTa
PHUCKOB BBOJSITCS BCe JlaHHble: JaHHble nainuentku, Y3U
(ouenka cpoka Gepemennocrtu, KTP, TBII, Hocosbie koctn),
ZOTOJHUTENbHDBIe haKkTopsl (ABoiiHS, paca, KO, xypenme n
ap.), nokasatesn PAPP-A, cs. B-XI'H. MoM nokassiBaior cre-
IeHb OTKJIOHEHUS loKa3arTesis OT MeJ[MaHbl — CPeJIHero 3Have-
HUS 7S IAHHOTO cpoKa OepementocTi. Ecoim MoM Gourbiire 1,
3HAUUT PUCK BBIIIE CPEIHETO B MOIYJISIUNU, ecii MeHblie 1 —
PHUCK HMIKE CPE/HETO B IOIYJISIUHN.

IIpenaTtanbHblii CKpUHUHT TpoBOANTCA B | (/1BOIHOI TecT)
u II (Tpoiinoii Tect) Tpumectpe GepemenuocTH. [IBOITHOI TecT
[IPEHATAIbHOIO CKPUHUHTA B I TpuMecTpe GepeMeHHOCTH OCHO-
BBIBAETCS HA aHAJIM3€e TIPH OOHAPYKEHUN OMOXMMHYECKUX Chl-
BOPOTOYHBIX MapKePOB, KOTOPbIE MOTYT ObITh OIpe/eseHbl B
TPUMECTPE U KOTOPbIE SBJSIOTCS BaKHBIMM B OIlEHKE pUCKA
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XPOMOCOMHBIX abeppanuii miozaa. JBoiiHOIi TeCT BKIIOYAET OII-
peziesiernie ChIBOPOTOYHBIX MapkepoB PAPP-A u cBoGosHOTO
6era-XT'Y, pacuer MoM st Kaskioro Mapkepa, Guoxummuyec-
kuit puck cuHapoMa JlayHa mpu poskieHNH (pacCunTBIBAETCS
Ha ocHoBe MOM, KOppeKTUPYyeMOro [ KaskKI0ro U3 ByX Map-
KepoB 1 Ha OCHOBE BO3pacTa MaTepu Ha MOMEHT POJIOB), PUCK
tpucomun 18 mpm pokaeHun (paccUUTHIBAETCS HAa OCHOBE
MoM, KOppeKTHPYeMOTo /IS KasKI0T0 U3 IBYX MapKepoB U Ha
ocHOBe Bo3pacTa Martepu), pacuer MoM st meedHoro mpo-
CTPAHCTBA B CJIyYae, KOTAA BPad MPENOCTABIAET B JabOPaTO-
pHIO aHHBIE PadMepa IeeYHOr0 MPOCTPAHCTBA W KOMYMKO-Te-
MEHHOI0 pa3Mepa, onpezesennble MerogoM Y 3U, coueranublii
puck cuHapoMa JlayHa.

PAPP-A (1ipoTenn-A, accOlMUPOBaHHbINA ¢ OepeMeHHOC-
ThIO) — GEJIOK TIa3Mbl, KOTOPBII MOSIBJSETCST BO BpeMs Gepe-
MEHHOCTH ¥ sIBJSIET COOOW TIMKOMPOTENH, MOJYYEeHHBIH 13
mnanentol. PAPP-A — Gellok mulalieHTsl, yCUIMBAIOIUI Jeii-
creue IGF (uncymunononobusie dakropsr pocra — IGF1,
IGF2), koropsie urpaioT poJib B mraneHTanmn. Huskue yposau
PAPP-A npuBomar k cumxkennio aktunoctu IGF1, IGF2,
YUYaCTBYIOIUX B [IJIAIEHTAIIH, 1 PEMO/IEJINPOBAHUIO CIINPATIb-
HBIX aprepuit. CHHTe3UpyeTcst B GOMBITNX KOJMIECTBAX TPO-
(dbobmactom u BblessieTcst B KpoBb Marepu. KoHIleHTpamus
IIPOTENHA B KPOBU MaTepH 3aBUCUT OT CPOKA FecTally — 4eM
6oJbIie CpOK GEPEMEHHOCTH, YeM BBIIE YPOBEHD CHIBOPOTOY-
Horo PAPP-A. Cuuxenne ypoBasa PAPP-A cBs3ano ¢ xpomo-
COMHBIMU aHOMATHAMH 11710/1a. OCHOBHBIMU [TOKA3aHUSIMHU JIJIST
onpenenenus PAPP-A sABJIS0TCS CKPHHUHTOBOE 06CIe10Ba-
Hue GEPEMEHHBIX JIJIs OTIEHKH PHCKA XPOMOCOMHBIX aHOMAJIHI
mnoza B I u navase IT rpumectpos Gepemennoctu (11-12 uepn),
TSIKEJTbIEe OCTOKHEHNsT 6€PEMEHHOCTH B aHaMHe3e (OTleHKa yT-
PO3BI BBIKU/IBIIIA U TIPEPbIBaHMsI OEPEMEHHOCTH MO abCOI0T-
HBIM [OKA3aHUSIM ), BO3PACT KEHIUHBI cTapiie 35 JieT, HaJi-
Yue IBYX 1 60Jiee CaMOITPON3BOIBHBIX AD0OPTOB Ha PAHHUX CPO-
Kax GepeMeHHOCTH, Haln4ne B ceMbe pebeHka ¢ 6osresHpio Jla-
yHQ, JPYTUMHU XPOMOCOMHBIMM AHOMAJIUSIMU, BPOJK/IEHHBIMU
MOPOKAMU Pa3BUTHSI MM HAJIMINE B aHAMHE3€e TPpepBaHHoi Ge-
PEMEHHOCTH 110 MEIUIINHCKUM TIOKA3aHUsAM, Hajumure 3ab0Jie-
BaHUs y OJIMKARIINX POACTBEHHUKOB.

Cro6oanbiii f-XT'Y — rIHKONPOTENH, CHHTE3UPYEMbIiT T1J1a-
nerroit. Konmerrpanus 3-XT'Y B cbIBOPOTKE U MOYE BO3PACTAET,
YABaUBasICh IPUGITUZUTENBHO B Tedenune 40—48 4, MakcuMyM 110~
cturaetcst kK 8—12-if Hezese TecTaly W TajaeT MOCTENIEHHO
¢ 12-it neresn o 3uavennii 1/5 — 1/20 or MaKCHMaIbHBIX KOH-
LEHTPAINi, IOTOM HacTymnaeT maro. IloBblieHnble 3HAYEHUS
cB. B-XTY MoryT yKkasbiBaTh Ha BHICOKMH PUCK BOSHUKHOBEHUS
cunzapoma /layHa, a BBISBICHNE CHIKCHHBIX 3HAUCHUI CBSA3aHO
C NOBBIIIEHHBIM PUCKOM TpUCOMUU. UeM Bblllle KOHIIEHTPAIS
cBoboanoro B-XI'Y u uuske xkoHuenrpaius PAPP-A, Tem Bbiiie
puck Tpucomun 21.

TomyHa BOPOTHHKOBOrO HPOCTPAHCTBAa. BopoTHHKOBOE
IIPOCTPAHCTBO SIBJSAETCS yJIbTPA3BYKOBBIM MPOSIBIEHUEM CKOII-
JIEHUA KUAKOCTH TI0/L KOKEH B THLIIBHON oby1acTh nren mioza B 1
TpumecTpe Gepementocti. OnpeeseHue TOMUHbBI BOPOTHUKO-
BOTO TIPOCTPAHCTBA B KOHIle | TpmMecTpa SIBISAETCS BasKHBIM
MIPU3HAKOM, TIO3BOJISIONINM 3aII0I03PUTh XPOMOCOMHBIE aHOMA-
s, 0co6GEHHO TPUCOMUIO 21-I XPOMOCOMBI. DTO TPAH3UTOPHBIIL
Nnpu3HaK, 0ObIYHO ONpesieisieMblii TobKo Mexay 11-i u 13-i
HejtesisiMi GEPEMEHHOCTH TIPU BeJIMYMHE KOIYMKO-TEMEHHOTO
pasmepa mioga ot 45 MM 10 64 mm. Tosmuua 3 MM u Gosiee siB-
JisieTcst OGIIENPUHSITHIM MATOJOTHIECKIM TpusHakoM. [ToaTomy
BCeT/a, KOT/Ia TOJIIMHA BOPOTHUKOBOTO IIPOCTPAHCTBA COCTAB-
aser 3 MM u GoJiee, HeOOXOMMMO TIPOBEIEHIE KapUOTUITHPOBA-
aust. CTpyKTypHbIe 1eeKThl (TJIaBHBIM 06Pa30oM, MOPOKH Cepi-
113, edeKThl anadparmMbl, aHOMAJIMK OYEK U Tepe/IHeil Gproti-
HOIT CTEeHKN) OOHAPYKUBAIOTCS B 4% CJIy4aeB MPH HOPMATbHOM
kapuorurie 1iaoza. Cpezxnue snavenust TBII mpu xpomocoMHBIX
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AHOMAITISIX cJteftyiorue: Tpucomus 21 — Ha 2 MM GoJIbIie HOp-
MaJIbHOW Me/IMaHbI /I recTalnonHoro Bodpacta no KTP; pu-
comust 18 — na 4 mm Gosibine; Tpucomust 13 — na 2,5 MM 6oJiblie;
tpumtonains — Ha 1,5 MM Goubine; lepenieBckoro—TepHepa —
Ha 7 MM GoJiblie.

Komuuko-remenHoit paamep mioxa. KTP — naunbosee Tou-
HBII TapaMeTp /I onpejiesieHus cpoka recraruu. [Ipu tpuco-
Muu 18 u TpUIITOMIUN OTMedaeTcsl BBIPAKEHHOE 3aMe/lIeHIe
pasButu mwioza. [Ipu tpucomuu 13 u cunzgpome Tepuepa orme-
JaeTcsl yMepeHHOe 3aMe/[JIeHIe Pa3BUTHUS 10/, TOT/la KaK [Ipu
TprcoMuu 21 pa3aMepsl IJI0/Ja COOTBETCTBYIOT HOPME.

Busyaimzanus xocreii Hoca. IIpu HopmaibHoM KapuoTuie
OTCYTCTBHE BU3YaJM3al[M1 HOCOBBIX KOCTEil XapakTepHo st 1%
TJTOJIOB Y JKEHIIUH eBPOIeiicKoi momyJsiinu u st 10% momos
y sKeHIH adpo-kaprbekoii nomysinun. Koctu noca re Busya-
msupytorest y 60-70% oo 1pu tpucomun 21, y 50% 1io-
noB mipu tpucomun 18 u y 30% rrogos npu tprcomun 13.

CoueTaHHas OleHKa GUOXUMHYECKHX MOKa3aTeseil U 9X0-
rpaduyeckux AaHHBIX cTaHoBUTCS Goiee addeKTuBHON s
paHHell IMarHOCTUKHU PHCKa pPa3BUTUA aHOMasMil Iioza. [Ipn
KOMILJIEKCHOM TecTe YPOBeHb 0OHapyskeHus cuujpoma Jlayma
Bospacraet 110 95%. IIpu tpucomun 18 xapaxkrepeH ypoBeHb 00-
napysxennst 90% ¢ MOMOIIBIO KOMIIJIEKCHOTO TECTa.

Bo II tpumecTtpe GepeMEHHOCTH UCTIOIB3YIOT TPOIHON TecT
[peHatajibHOro ckpuHuHra B 15-19 Hex (ontumanbHO B
16-18 nem). DPheKTHBHOCTD «TPOIHOTO TECTa» COCTABJSET
60—-70%. Bririouaer onpejiesnene Tpex OMOXUMUYECKUX MapKe-
pos B coiBopotke Marepu: ADII, B-XTY u ¢cBoGOAHOrO 2CTPHO-
ga, pacaer MoM mast ADIT u B-XTY, puck cunzpoma [layHa
npu poxgeHun (paccuuTbiBaeTcsl Ha ocHoBanun MoM c mo-
MIPABKOM 71T KaXKIOTO U3 STUX OCHOBHBIX TPEX MapKepOB M BO3-
pacra Marepy Mpu POXK/IEHNUN), PUCK JleheKTa HEPBHOIT TPyOKU
1npu poskaennn (paccuntaHublii Ha ocHoBe MoM c¢ nonpaskoii
st ADTT u MateprHCKOro Bo3pacTa), puck tpucomun 18 mpu
poxkzennn (paccuuTaHHbil Ha ocHoBe MoM ¢ mornpaBkoit /s
AOII u B-XTY, a taxke n Bo3pacra MaTepi).

Anbda-deronporenH — GeNOK, CUHTE3UPYEMBbIil TIpenMy-
MIECTBEHHO TTeYEHBIO TII0/[a, KOHIIEHTPAITI KOTOPOTO BO3pPacTa-
et ot 0,2 Hr/mu npumepro 10 250 ur/mi Ha 32-it Hejelle recta-
1. TTossinennsiii ypoenb AMII 1o3BosisieT HPeAoNoKuTh
OTKPBITHIE JIeheKTHI PA3BUTHSI HEPBHON TpyOKM (aHsHIedanus,
spina bifida), mymounasi rpeizka, aTpesusi MUIIEBO/IA WU JIBEHAI-
[[ATUIEPCTHON KUIIKHU, CUHAPOM MeKkemrs (KOMILTIEKC HacJell-
CTBEHHBIX aHOMAJIWI: TTOJIN- ¥ CUHAAKTUJINS, THITOCTIA/INS, S1TU-
CIIa/iMsI, 9KTOINSI MOYEBOTO Iy3bIPsi, KMCTOMBI [0YEK, IeYeHH,
TOJKETY/IOYHON JKeJie3bl), HEeKPO3 Ie4YeHH II0A BCJIEJCTBHE
supycnoit nndekiun. [lossimenne xonmnentparmn ADII B cbi-
Bopotke kposu ketius Bo 1T u ITI Tpumectpax 6epemenHOCTH
OIIPE/IETIIETCS. IPH TSKEION TeMOIIUTHYECKOI 00JIe3HNn U TIpU
rubesn miosa. [onarator, uto nosbienre yposas ADII cesiza-
HO C JINBUCOM KJIETOK ILTO/IA, B YACTHOCTU IIUTOJIN30M II€YEHHU.
CHIDKEHHBII yPOBEHb CBUIETEIBCTBYET O cuHapome JlayHa (B
cpoke niocsie 10 Hem), CMepPTH TLI0/IA, CAMOTIPOU3BOJIBHOM BBIKH-
Jbllle, 1Iy3bIPHOM 3aHoce, Tpucomuu 18 u cungapome Kiaiin-
denbrepa.

CBoGoanblii  3cTpuoji. HeKoHDBIOTHPOBaHHBIA 9CTPHOJ
(H3) cocrasisier Tosbko 9% ot Bcex Gopm acTpuosa B MaTe-
PUHCKOI CBIBOPOTKE M Hambosiee GJHM3KO OTpaskaeT herornia-
IIeHTapHOE MPOM3BO/ICTBO. [IpM HOpMaTbHOM Pa3BUTHM TLIOIA
BbIPAbOTKA ACTPUOJIA [TOCTENIEHHO PACTET, TOCTUTASI MAKCHMYMa
Ha 36-it Henese rectanuu. [TokasaHUSME /ISt OTIPE/IE/ICHUST CBO-
GOJIHOTO CTPUOJIA B KPOBH MaTepy SIBJISTIOTCST BO3PACT Marepu
crapie 35 JIeT U OTI[A CTapiie 45 JieT, ceMeitHOe HOCUTENIBCTBO
XPOMOCOMHBIX 60JIe3HEl, TTOPOKH PA3BUTHST Y TPEABILYIINX JIe-
Tell, IPUBBIYHOE HEBLIHAIIMBAHIE, TIPHEM IUTOCTATHKOB ¥ aH-
TUAINJIENTHYECKUX TIperaparoB. Huskie 3uadeHst cBOOOHOTO
scTpuosia HabmoraioTes pu cungpome [layna u tprcomun 18,
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aHaHIIehaTNH 171012, THTIONIA3MN HATIOYeYHITKOB TJI0/1A,  TAK-
JKe CBUJIETEILCTBYIOT O PHCKE 33/[EPKKH POCTA TI0/IA, er0 rube-
s, Rh-ummyHusanum.

IIpu GepeMeHHOCTSX ¢ HMOPHOHATBHBIM CHHAPOMOM [la-
yua, cungpomom Tepuepa (monocomust X) yposun ADII u
HO nocrosepHo HuXe, 4eM B HOPMe, a yposenb 3-XTY Bbiure
HOPMBIL.

Boiesisiior (hakTopbl, KOTOpbIe BAUSIOT Ha KoJieGaHue KOH-
LIEHTPAIUU MapKepoB B ChIBOPOTKE KPOBH. K HMM OTHOCSTCS
Macca Tesia Matepr (KEHIIMHLI ¢ GOTBIION Maccoil Tela NMeIoT
MOBBIIIEHHBIIT 06BEM KPOBHU, KOTOPbIN pasdaBJisieT KOHIEHTPa-
1Y UCCJIeLyeMbIX BEIECTB), MHOTOILIO/HASI OEPEMEHHOCTb, /1~
abeTnmyecknii ctaTyc (KOHIEHTPAIST B CHIBOPOTKE 3 MapKepoB
HIZKE Y JKEHIMH ¢ AnabeToM, puck gedekra HepBHOIT TpyOKu
Boapactaet B 10 pa3), KypeHue BIMsET HA KOHIIEHTPAIIUIO CbIBO-
porounbix Mapkepos (AIIMD Boiie Ha 5%, ypoBEHb ACTPHOJIA HHI-
ke Ha 4%, a kortentparn XY miwke Ha 20%). Y poBHI MapKe-
POB U3MEHSIIOTCSI TAKIKe ITPU BO3HUKHOBEHIN GEPEMEHHOCTH I1y-
TeM HCKYCCTBEHHOTO OILTIO/I0TBOPEHNS, TP 3ToM ypoBHN X[
BBIIIIE, & YPOBHU CBOOOHOTO SCTPHOJIA HUKE.

V3U Bo II tpumectpe GepeMEHHOCTH TakkKe UMeeT 0O0Jib-
LIyI0 JUArHOCTUYECKOIO IIeHHOCTH, IOCKOJBKY BBIABISET IIPU
XPOMOCOMHBIX AaHOMAJIHSIX W MOPOKAX PA3BUTHUSI XapaKTePHbIE
CUH/IPOMAJIbHBIC TIPU3HAKU. [[py BBISIBJICHNM KPYITHBIX TOPOKOB
PasBUTHS IUTO/Ia PEKOMEH/IOBAHO IIPOBEJCHUE IIPEHATATIBLHOTO
KapUOTUIIMPOBAHUS TIOJA, TAK KAaK MO3BOJISIET MOJYYUTh WUH-
dopmaro o BO3MOKHOI MPUYMHE BOSHUKHOBEHUS MATOJIOTUI
U OIIEHUTH PUCK MOBTOPHOTO BO3HUKHOBEHUS IAHHOI IPOGIIEMBI
npu crenyionieil 6epeMeHHOCTH. Pasinuibie TIOPOKU Pa3BUTHUS
BBISIBJIAIOTCS Y 75% 110108 1ipu tprcomnu 21 u'y 10-15% mro-
JIOB IIPU HOPMATLHOM KapUOTHIIE.

Bpauam jkeHCKUX KOHCYIbTAINI U aKyIIIEPaM-THHEKOJIOTaM
JPYTHX YUPEKICHUN 3[PAaBOOXPAHEHIS T1eJeCO00Pa3ZHO YUUThI-
BaTh, YTO OTKJIOHEHWsI YPOBHEH CBIBOPOTOYHBIX MAPKEPOB CJie-
JIyeT PacCMaTpUBaTh Kak apryMeHT Jjist 6oiee rirybokoro obeiie-
noBaHust GepeMeHHON. PeKOMEH/yeTcst UCTIOIb30BaTh TIPH Mpe-
HATaJILHOM KOHCYJBbTHPOBAHUHM KOMIIBIOTEPHYIO 3KCIEPTHYIO
CUCTEMY, YIUTHIBAIOIIYIO BCE BbISIBIEHHBIE (PAKTOPDI PUCKA, YTO
MMO3BOJINT MHAMBU/IYATU3UPOBATH TTOKA3aHUS K TIPOBEIEHITO UH-
Ba3MBHBIX METO/IOB IIPEHATAIBHON [HATHOCTUKH.
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